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articles by Paula Hollerbach partially compensate for this deficit. Her careful and
sensitive descriptions of psychological and other factors influencing a couple's
reproductive goals and attitudes toward counseling, sterilization, artificial insemina-
tion, and selective abortion evoke empathy with and for the troubled couple. Next,
John Pearn's "Decision-Making and Reproductive Choice" offers an intriguing,
"soft" version of decision theory, discussing various factors affecting the counselee's
subjective interpretation of genetic risks (odds). Social workers McCollum and
Silverberg rightly emphasize important psychosocial dimensions in their chapter
"Psychosocial Advocacy"; however, their facile assumption of the need for a "client
advocate" within the genetics team generates the unfortunate implication that the
counselee requires specific advocacy against the other team members.
Editors Hsia and Hirschhorn return with an extremely brief chapter regarding
responses to genetic counseling; they conclude that the data are insufficient and that
any further conclusions would be premature. A chapterdealingspecifically with "The
Process of Genetic Counseling" correctly underscores the need to provide written
reviews of counseling sessions for counselees as part of routine follow-up care. Marc
Lappe's thoughts on "Genetic Screening" center on the role of counseling as an
obligatory concomitant of any major screening program. A simple, clearly written
introduction to malpractice law as it applies to genetic diagnosis and counseling is
provided by lawyer Philip Reilly. Finally, Marjorie Guthrie's touchingbiographical/
autobiographical account of her husband's experience with Huntington's Disease
issues a powerful plea for improved counseling and care for those with genetic
disease.
In sum, this book serves as a solid introduction to modern genetic counseling: the
book mirrors this counseling's multidisciplinary character, and it invites further
analysis and reflection. Its insights may not be new to most practicing genetic
counselors; nonetheless, it should tend to move counseling from a behind-the-scenes
and ad hoc aspect of medical genetics to a more clearly defined discipline with a
structure and method which can be studied and improved. Its main faults lie in a few
redundant chapters and in a more general failure to provide practical guidelines and
creative strategies for dealing with the complex and difficult tasks it describes.
However, most chapters include ample references with descriptive annotations which
make this book likely to be particularly valuable to students, novice counselors,
bioethicists, and others desiring an initiation into the theory, practice, and process of
modern genetic counseling.
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Geneticists of my acquaintance agree that the most difficult genetic counseling is
that in which one family member has been identified as having an autosomal
dominant disease. Unlike most of the recessively inherited entities, the autosomal
dominant diseases are notorious for variable penetrance and variable expression.
Thus one of the parents or siblings might have minimal manifestations ofthe disease,
and yet be at 50 percent risk for passing on the mutant gene to offspring, who could
be seriously affected. Further complexity results when clinical conditions initially572 BOOK REVIEWS
thought to be variations of a single gene disorder turn out to be genetically diverse
with different genetic and!/or clinical implications for a family.
The twenty-eight articles in this book discuss as precisely as is now possible the
penetrance and variable expression in several kinds of malformation syndromes.
The broad, well-organized range of subjects includes syndromes involving primarily
malformations of the skull, skeleton, limbs, eye, ear, connective tissue, and facies;
and the multi-system entities neurofibromatosis, tuberous sclerosis, and Noonan
syndrome. Many of the articles contain extensive, well-documented reviews of
particular malformations, and most of these describe carefully studied new families.
Some articles suggest mechanisms by which such extensive phenotypic variability
could occur; these models must wait to be tested until biochemical diagnostic criteria
are available. It is only with specific documentation of clinical variability, well
exemplified in this book, that conceptualization of these most complex diseases will
be clarified.
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It is becoming increasingly important to diagnose lethal congenital malformations
and determine their cause and the risk oftheir recurrence. Environmental and genetic
cuases ofcongenital malformations are known; some malformations are amenable to
prenatal diagnosis, thus permitting selective abortion.
The first part of this excellent collection of review articles summarizes the rapidly
expanding field of fetal diagnostic techniques as applied to skeletal abnormalities.
The articles emphasize the indications for prenatal diagnosis, the associated risks,
and the limitations of prenatal diagnosis. Ultrasound appears to be replacing
radiography as the technique of choice, yielding the most information with the least
risk. Both techniques, however, often require special maneuvering to study the
moving fetus. Direct visualization of the fetus by fetoscopy is a complementary
technique still in the early stages of development; biochemical assays for particular
abnormalities also complement ultrasound and radiography. Neural tube defects, for
example, often produce elevated levels of a-fetoprotein in maternal serum and
amniotic fluid; at least some of the osteogenesis imperfecta diseases lead to elevated
levels of pyrophosphate in amniotic fluid. Many other conditions which have been
diagnosed prenatally and others which can be expected to be diagnosed in thefuture
are discussed.
The second half of the book focuses on the approach to the diagnosis of a
malformed abortus, stillborn, or deceased newborn. Although the authors have
dissimilar backgrounds (cytogenetics, radiology, and pathology) they are unanimous
in their suggestions; they suggest a complete family history including a history of
parents' exposure to possible teratogens, photographs of the abortus or baby,
radiographs, pathological study of the placenta and propositus, and cytogenetic,
biochemical, or immunological studies as indicated by family history or physical
examination. This methodology is equally appropriate in a large multi-specialty
center or small community.
This volume nicely summarizes the epidemiology of malformations present in